[Type I neurodegeneration with brain iron accumulation, (NBIA-I, formerly Hallervorden-Spatz disease). Part II -- neuropathologic manifestation, novel genetic aspects and pathogenesis].
In NBIA-1 major histopathological changes in the central nervous system are observed mostly in the subcortical pallido-nigral system. They consist in the presence of brown pigment deposits (containing iron), axonal spheroids, as well as Lewy neurities and cytoplasmic inclusions in the oligodendroglia (both the latter contain pathological alfa-synuclein). However, the histopathological pattern is most the diversified as regards the intensity and range of typical structural changes. The gene of the disease has been very recently identified and mapped on the short arm of the chromosome 20p13.-p12.3. The discovery of the NBIA-1 gene is a great advance in the search for a causal cure for this devastating disease. Its etiopathogenesis has not been fully explained yet. However, the gene identification allows to hypothesize that vitamin B5 metabolism may be disturbed at least in some NBIA-1 patients. Disturbance of vitamin B5 metabolism may cause an oxidative stress leading to degenerative and atrophic changes, most pronounced in the subcortical pallido-nigral system and in the retina.